ccumu!atlOn of the phospholipid sphingomyelin
In .the viscera and brain and usually fatal in early childhood. Associated dermatological manifestations such as pigmentation of exposed areas, a waxy texture of the skin and the development of eruptive xanthomata have been recorded. This is a report of a patient with Niemann-Pick disease type III who developed chronic perianal granulomata clinically and histologically characteristic of Crohn's disease. There was also a papular eruption on the lower abdomen, showing a similar picture. The association between Niemann-Pick and Crohn's disease has not previously been reported.
Case report
An English boy born in 1968 developed hepatitis at the age of nine days and has since had persistent hepatosplenomegaly. A liver biopsy in 1969 showed evidence of giant cell hepatitis with well compensated cirrhosis. He remained well until 1978, when he was troubled by recurrent nose bleeds and was noticed to bruise easily. In the same year, he developed an asymptomatic, erythematous papular eruption on his lower abdomen which has persisted. It was said to have cleared on several occasions for a few months but invariably recurred. Topical steroids reduced the redness of the lesions but failed to alter their course.
In, 1980, at the age of 12, the patient's mental development was noticed to be abnormal. Previously, he had done well in academic and sporting activities but both his coordination and academic ability have continued to deteriorate since that time. His teachers first noticed changes in his handwriting and peculiar jerky head movements used instinctively by the patient to improve his reduced range of vertical gaze. At the same time, he started to develop perianal abscesses and warty growths which have failed to heal I Case presented to the Section of Dermatology, 15 April 1982. Accepted 30 June 1982 0141-0768/83/040307-02/$01.00/0 despite local surgery and systemic steroids. There was no abdominal pain or altered bowel habit.
In 1981, he was admitted to the Royal Free Hospital for assessment. He was noted to have an elongated facies and large bruises on his knees and shins. His liver and spleen were enlarged 3 em below the costal margin but there were no cutaneous stigmata of chronic liver disease. He had impairment of vertical gaze, mild finger-nose and heel-shin ataxia and early dementia. There were several moist, red perianal ulcers and condyloma-like growths. Over the skin of the lower abdominal wall there were erythematous papular and nodular lesions.
Liver biopsy and bone marrow aspirate showed changes diagnostic of neurovisceral ophthalmoplegic lipidosis (Niemann-Pick disease type III). This diagnosis was confirmed by Drs Brian Lake and Rosemary Stephens of the Hospital for Sick Children, Great Ormond Street, London. Biopsies from the perianal lesions and the papular eruption on the abdominal wall showed numerous epithelioid cell granulomata without caseation and an inflammatory cell infiltrate of the dermis and epidermis consistent with a diagnosis of Crohn's disease. Viral and myco-bacterial cultures of the biopsy material were negative; special stains for lipid and electron microscopy showed no evidence of Niemann-Pick cells in the skin sections. Sigmoidoscopy and barium studies revealed no evidence of active bowel disease.
The patient has two younger male siblings, one of whom developed jaundice at the age of six days. He too has Niemann-Pick disease type III but no dermatological complications. The patient's other brother is normal.
Discussion
Niemann-Pick disease is a rare, progressive and degenerative disorder associated with the accumulation of the lipid sphingomyelin in histiocytes, macrophages and reticulum cells within a wide range of tissues. Neville et at. (1973) reviewed the sphingomyelin storage disorders and proposed a new classification. Type III disease can present with a variety of symptoms. Early jaundice may be followed by relatively normal development until the age of 5 or 7 years when unsteadiness of gait, ataxia, problems with vertical gaze, learning difficulties, emotional lability and dementia become evident. The course is progressive, with death occurring in the first T S Padayachee PhD H Keen MD FRCP three decades. Hepatosplenomegaly is not always evident, though some patients have excess sphingomyelin in their livers. Sphingomyelinase levels are normal or marginally deficient. Dermatological manifestations of Niemann-Pick disease are uncommon and consist of a waxy texture and appearance of the skin with variable pigmentation of exposed areas and occasionally the appearance of eruptive xanthomata.
The clinical and histopathological appearance of the perianal lesions in our patient were e~tirely consistent with a diagnosis of Crohn's disease. The papular abdominal eruption with sarcoidal granulomata and without evidence of .lipid deposition resembled in all respects the penanal changes.
McCallum & Gray (1976) reviewed the dermatological manifestations of Crohn's disease~nd divided them into two broad groups. The typical perianal, peri stomal and oral lesions and flexural 'metastatic Crohn's' all have histological features characteristic of the disease, with collections of epithelioid and giant cells of the Langhans type without central caseation (the sarcoid reaction), infiltrated with and surrounded by variable numbers of lymphocytes and plasma cells (Gray et al. 1965) . The second group show no characteristic histology and include erythema nodosum, erythema multiforme, pyoderma gangrenosum, palmar erythema, rosacea an.d polyarteritis nodosa. The term 'metastatic Crohn's' has been used to describe a granulomatous reaction occurring in the flexures and separated from the affected a.reas of. the gastrointestinal tract by normal skin. Previous reports refer to such lesions affecting the. groins, male genitalia, a flexure on t~e antenor a?dominal wall of an obese patient (Mountain 1970) , submammary skin (Parks et al. 1965 ) and the retroauricular area (McCallum & Gray 1976 ). Our patient had no clinical or radiological evidence of active Crohn's disease of the bowel, but the appearance of the skin manifestations of this disease several years before overt bowel involvement is well documented (Bishopric & Bracken 1964 , Lockhart-Mummery 1964 , Gray et al. 1965 , Strathers et al. 1967 ).
There has been no previous recorded association between Niemann-Pick and Crohn's disease and the two conditions in this patient may well be coincidental. The presence of granulomatous papules on the abdominal wall of our patient in association with perianal lesions may represent yet another form of 'metastatic Crohn's disease'.
